SUMMARY A 13 year old male with a severe progressive neurological disorder was found to have a pseudodicentric chromosome resulting from a telomeric fusion l5p;20p. In lymphocytes, the centromeric constriction of the abnormal chromosome was always that of the chromosome 20, while in fibroblasts both centromeres were alternately constricted. Cd staining was positive only at the active centromere, but a weak anticentromere immunofluorescence was present at the inactive one. We suggest that centromere inactivation results from a modified conformation of the functional DNA sequences preventing normal binding to centromere specific proteins. We also postulate that the patient's disorder, reminiscent of a spongy glioneuronal dystrophy as seen in Alper's and Creutzfeldt-Jakob diseases, may be secondary to the presence of the pathogenic isoform of the prion protein encoded by a gene mapped to 20p12-3-pter. The pregnancy was complicated by maternal hypoglycaemia in the sixth month. Delivery took place in the 38th week with cephalic presentation; birth weight was 2750 g. Because of severe perinatal hypoxia, the infant was kept in an incubator for 20 days. At three months of age, he had a generalised febrile convulsion, which recurred one year later. Psychomotor development was reportedly normal until three years when he suffered from a severe encephalitis-like illness with loss of consciousness for 10 days; afterwards, he was no longer able to walk and talk and showed progressive intellectual impairment. At that time, an EEG disclosed a disorganised pattern with diffuse paroxysms and mixtures of spikes and sharp waves. CT scan showed slight enlargement of the cerebral fissures and ventricular system. Other examinations, such as muscle biopsy, plasma chromatography, lysosomal enzyme determinations, and skeletal radiographs, yielded normal results. At 10 years, a fundoscopy showed pale papillae, some pigmentary changes, and incipient capsular lens opacification. At 13 years, the patient was confined to a supine position and had axial hypotonia but hypertonic tetraparesis and increased deep tendon reflexes; Babinsky sign was negative. He was unable to communicate and was incontinent. Hearing and vision were apparently preserved. Facial features 626 group.bmj.com on July 5, 2017 -Published by
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SUMMARY A 13 year old male with a severe progressive neurological disorder was found to have a pseudodicentric chromosome resulting from a telomeric fusion l5p;20p. In lymphocytes, the centromeric constriction of the abnormal chromosome was always that of the chromosome 20, while in fibroblasts both centromeres were alternately constricted. Cd staining was positive only at the active centromere, but a weak anticentromere immunofluorescence was present at the inactive one. We suggest that centromere inactivation results from a modified conformation of the functional DNA sequences preventing normal binding to centromere specific proteins. We also postulate that the patient's disorder, reminiscent of a spongy glioneuronal dystrophy as seen in Alper's and Creutzfeldt-Jakob diseases, may be secondary to the presence of the pathogenic isoform of the prion protein encoded by a gene mapped to 20p12-3-pter. 38 should then be regarded only as an inherent manifestation of the inactivation process.
The NOR activity in the present case seems unaffected by the suppression of the acrocentric's centromere and so conforms to previous similar cases.5 15 On the other hand, the significant loss of NOR activity observed in a 9;13 pseudodicentric when both centromeres were constricted suggests that the control of these phenomena is related. 
